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Plots of CNV calls and association testing results produced by the CNVtools ap-
proach

The following plots show the CNV intensity distributions for each cohort at all of the CNVs in Table 3 and Supple-
mentary Table 13. The CNV intensity distributions for each cohort are given in separate sub-plots. Where a cohort
consists of samples from two sources (Blood derived DNA and Cell Line DNA) then two subplots are given, one
each for samples from each source. The posterior probability for each CNV class is overlayed onto the intensity
distributions. The minor allele frequency estimate for the cohort and the p-values for the additive test of the cohort
versus the two control cohorts and the expanded reference panels (see Supplementary Table 9) are given in the title
of each subplot. If either or both of the 2 p-values (restricted or expanded) is < 0.001 then the title is colored red.
The sample size of the cohort and the case and control sample sizes in the expanded reference analysis are given
below each subplot. The bottom middle sub-plot first shows the CNV name and position. The “gender chi-square”
category shows the goodness-of-fit test statistic for association between gender and copy number calls, which is
distributed under the null of no association between gender and genotype as a chi-squared random variable with
(n-1) degrees of freedom where n is the number of copy number classes. The “Dup Concordance” category shows
the concordance at this CNV between the duplicate samples included in this study. This “Stratified: FALSE” in-
dicates that regions of origin were not included as covariates. The P-value testing association between region and
copy number call, denoted as “P-geography”, is only shown when a stratified test of association was used. The last
row shows the normalization and the summary method (either an initial PCA or mean signal summary across CNV
probes (see Supplementary Table 8) , always followed by a linear discriminant analysis step).
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Gender chi-square: 6.11
Dup concordance: 99.8%
Stratified: FALSE
P-geography: NA
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PCA and normalised6
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Dup concordance: 100%
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PCA and normalised6
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n =541, expanded ssize: 1885/11713

BD-Blood , maf = 0.006 P = 0.369 / 0.0551

r T T T 1

-6 -4 -2 0 2

LDF
n =1869 , expanded ssize: 1869/12507
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